27

H26-

28 2016

-053

5






web

27

28

)
€)
€)

©)
®
®

™
®
€))
(10)
aDn

€y
©)
©))
)
®
®
™
®
(10)

@an
12

13)

a9
15

27




Nature 465: 82-85, 2010

DNA

mEDNA DNA



NCNP

NCNP
NCNP

DNA
NCNP

NCNP

DNA

DNA 1
DNA
DNA MiSeq
1500

DNA

M14-166: Large deletion

g5 =

1500

FECINRC U

IO o [T —
e (ZDNAZR & D LLER)
Long-PCRi% -
) A RERFAIE
ERE y (UILERHE)
LOTH‘%EDPN%LE;E 5 E ZPCRi%. Pyrosequencing
Y rH—ik ]Jﬂ‘tﬁ'{‘%*)—?l‘zxff | U EDORE
| \ \fﬁi&&%mé
s Rear variants B— 2BERE
mtDNALE Z B SR OREERE || orEenE

K2 Ihar KR 7DNAGZHDIRK




2015 1

24

HP

http://ww._nanbyou.or. jp/upload files/mt _ha
ndbook. pdf

http://koinobori-mito.jp

UMDF: United Mitochondrial Disease

Foundation

7
AMED
MELAS Leigh 28

25
27 MELAS
MELAS
Minds
27
1
27



27 28 2016.3
, Pp-722-725
2015.4.10
pp-230-231
3 2015.4.16
MELAS (mitochondrial myopathy,
encephalopathy, lactic acidosis and stroke-like
Remudy episodes) pp.190-194 2

2015.7.2

MERRF (myoclonic epilepsy associated
with ragged-red fibers) pp.195-197

2
2015.7.20
NCNP ,
Kearns-Sayre , Pp.198-201
2
2015.7.20
AVED
Pearson pp-202-204
28 2015.7.20
pp-214-216
2015.7.20
DNA SRL 36(2):
440-46, 2015
, pp-313-316 Heart View 20(2):42-47, 2015



Equilibrium
Research 75(1):1-4, 2016

- -ALA
45 2015

Fujita Y, Taniguchi Y, Shinkai S, Tanaka M, Ito
M: Secreted growth differentiation factor 15 as
a potential biomarker for mitochondrial

dysfunctions in aging and age-related disorders.

Geriatr Gerontol Int 16 (Suppl. 1): 17-29, 2016

Alpers
No.33 ( 2
)( ) pp- 217-221, , , 2015
Leigh ;
No.33 ( 2 )
( ) pp. 222-228, , , 2015
No.33
¢ 2 ) () pp. 229-232, ) .
2015
Yamasoba T. Interventions to prevent
age-related hearing loss. Springer

International Publishing VI: 335-349 2015

Arakawa K, Ikawa M, Tada H, Okazawa H, Yoneda M.
Mitochondrial cardiomyopathy and usage of
L-arginine. Arginine in Clinical Nutrition. Ed.
Victor R. Preedy. Springer, NY. USA, 2016 (in
press)

DNAA3243G

MELAS
83(6) 520-524, 2016

Kim Y, Koide R, Isozaki E, Goto Y. Magnetic
resonance imaging findings in Leigh syndrome
with a novel compound heterozygous SURF1 gene
mutation. Neurol Clin Neurosci 4:34-35, 2016

Suzuki T, Yamaguchi H, Kikusato M, Hashizume
0, Nagatoishi S, Matsuo A, Sato T, Kudo T,
Matsuhashi T, Murayama K, Ohba Y, Watanabe S,
Kanno SI, Minaki D, Saigusa D, Shinbo H, Mori
N, Yuri A, Yokoro M, MishimaE, ShimaH, Akiyama
Y, Takeuchi Y, Kikuchi K, Toyohara T, Suzuki
C, IchimuraT, Anzai JI, Kohzuki M, Mano N, Kure
S, Yanagisawa T, Tomioka Y, Tohyomizu M,
Tsumoto K, Nakada K, Bonventre JV, Ito S, Osaka
H, Hayashi KI, Abe T. Mitochonic acid 5 binds
mitochondria and ameliorates renal tubular and
cardiac myocyte damage. J Am Soc Nephrol . 2015
Nov 25. pii: ASN.2015060623. [Epub ahead of
print]

Suzuki T, Yamaguchi H, Kikusato M, Matsuhashi
T, Matsuo A, Sato T, Oba Y, Watanabe S, Minaki
D, SaigusaD, ShimboH, Mori N, MishimaE, Shima
H, Akiyama Y, Takeuchi Y, Yuri A, Kikuchi K,
Toyohara T, Suzuki C, Kohzuki M, Anzai J, Mano
N, Kure S, Yanagisawa T, Tomioka Y, Toyomizu
M, Ito S, Osaka H, Hayashi K, Abe T. Mitochonic
acid 5 (MA-5), a derivative of the plant
hormone indole-3-acetic acid, improves
survival of fibroblasts from patients with
mitochondrial diseases. Tohoku J Exp Med.
236(3): 225-232, 2015

Imai A, Fujita S, Kishita Y, Kohda M, Tokuzawa
Y, Hirata T, Mizuno Y, Harashima H, Nakaya A,
Sakata Y, Takeda A, Mori M, Murayama K, Ohtake




A, Okazaki Y. Rapidly progressive infantile
cardiomyopathy with mitochondrial respiratory
chain complex V deficiency due to loss of ATPase
6 and 8 protein. Int J Cardiol. 207:203-205,
2016

Kohda M, Tokuzawa Y, Kishita Y (Equally first
author), et al. A comprehensive genomic
analysis reveals the genetic landscape of
mitochondrial respiratory chain complex
deficiencies. PLOS Genet. 12(1):e1005679.
doi:10.1371/journal .pgen.1005679.
eCollection (2016)

Kishita Y, Pajak A, Bolar N-A, Marobbio C,
Maffezzini C, Miniero D-V, Monne M, Kohda M,
Stranneheim H, Murayama K, Naess K, Lesko N,
Bruhn H, Mourier A, Wibom R, Nennesmo I, Jespers
A, Govaert P, Ohtake A, Van Laer L, Loeys B-L,
Freyer C, Palmieri F, Wredenberg A, Okazaki Y,
Wedell A. Intra-mitochondrial Methylation
Deficiency Due to Mutations in SLC25A26. Am J
Hum Genet 97:1-8, 2015

Haack TB, Jackson CB, Murayama K, Kremer LS,
Schaller A, Kotzaeridou U, de Vries MC, Schottmann
G, Santra S, Biichner B, Wieland T, Graf E, Freisinger
P, Eggimann S, Ohtake A, Okazaki Y, Kohda M,
Kishita Y, Tokuzawa Y, Sauer S, Memari Y,
Kolb-Kokocinski A, Durbin R, Hasselmann O,
Cremer K, Albrecht B, Wieczorek D, Engels H, Hahn
D, Zink AM, Alston CL, Taylor RW, Rodenburg RJ,
Trollmann R, Sperl W, Strom TM, Hoffmann GF, Mayr
JA, Meitinger T, Bolognini R, Schuelke M, Nuoffer JM,
Kolker S, Prokisch H, Klopstock T. Deficiency of
ECHS1 causes mitochondrial encephalopathy with
cardiac involvement. Ann. Clin. Transl. Neurol. 2(5):
492-509, 2015

Haginoya K, Kaneta T, Togashi N , Hino-Fukuyo N,
Kobayashi T, Uematsu M, Kitamura T, Inui T, Okubo
Y, Takezawa Y, Anzai M, Endo W, Miyake N, Saitsu

H, Matsumoto N, Kure S. FDG-PET study of patients
with Leigh syndrome. J. Neurol Sci 362: 309-313,
2016

Yatsuga S, Fujitay, Ishii A, Fukumoto Y, Arahata
H, Kakuma T, Kojima T, Ito M, Tanaka M, Saiki R,
Koga Y. Growth differentiation factor 15 as a
useful biomarker for mitochondrial disorders.
Ann Neurol. 78: 814-823, 2015

Formosa LE , Mimaki M , Frazier AE, McKenzie
M, Stait TL, Thorburn DR, Stroud DA, Ryan MT:
Characterization of mitochondrial FOXREDL in
the assembly of respiratory chain complex 1.
Hum Mol Genet. 24(10): 2952-2965, 2015
These authors equally contributed.

Kamogashira T, Fujimoto C, Yamasoba T. Reactive
Oxygen Species, Apoptosis, and Mitochondrial
Dysfunction in Hearing Loss. BioMed Research
International 617207: 1-7, 2015

Sakamoto T, Yamasoba T. Current Concepts of the
Mechanisms in Age-Related Hearing Loss. J Clin
Exp Pathol, 5: 1-2, 2015

Ikawa M, Okazawa H, Tsujikawa T, Matsunaga A,
Yamamura O, Mori T, Hamano T, Kiyono Y, Nakamoto
Y, Yoneda M. Increased oxidative stress is
related to disease severity in the ALS motor
cortex: A PET study. Neurology 84:2033-2039,
2015

Fukuda H, Min K-D, Asanuma H, Ito S, Shindo K,
Imazu M, Tomonaga T, Minamino N, Asakura M,
Kitakaze M. Proteomic analysis of canine failing



hearts induced by rapid pacing: evidence for the
elevation of the protein levels related to
either mitochondrial dysfunction or acute phase
response signaling. ESC 2015(2015/8/29-9/2,
London, UK)

Tanaka M, Fujita Y, Ito M, Kojima T, Yatsuga S,
Koga Y. GDF15 is a novel biomarker to evaluate
efficacy of pyruvate therapy for mitochondrial
diseases. The 11" Mitochondrial Physiology
Conference, Luc¢ni Bouda, Czech, 9.7-10, 2015

Fujita Y, Taniguchi Y, Shinkai S, Tanaka M, 1to
M. GDF15 as a potential biomarker for
mitochondrial dysfunction in aging and
age-related disorders. 12th Conference of the
Asian Society of Mitochondrial Research and
Medicine, Hangzhou, China

11.14-15, 2015

Tanaka M, FujitaY, Yatsuga S, Ishii A, Fukumoto
Y, Arahata H, Kakuma T, Kojima T, ItoM, Reo Saiki
R, Koga Y. GDF15 is a novel biomarker to evaluate
efficacy of pyruvate therapy for mitochondrial
disorders. International  Symposium  of
Mitochondrial Biology and Medicine, Xian, China,

11.16-17, 2015

Yamasoba T, Kashio A, Yamada C, Kamogashira T,
Fujimoto C, Someya S. Prevention of cochlear
damage due to GeO2-induced mitochondrial
dysfunction by antioxidants. CORLAS annual
meeting, San Francisco, USA, 8.23-26, 2015

Yamasoba T. The effect of mitochondrial damage
on hearing loss. Gwangju Otology & Neurotology

Symposium, Gwangju, Korea, 11.1, 2015

Okazawa H, Ikawa M, Tsujikawa T, Mori T, Makino

A, Kiyono Y, Yoneda M. Evaluation of
nigrostriatal oxidative stress intensity in
patients with Parkinson’ s disease using
[Cu-62]ATSM PET and FP-CIT SPECT. European
Association of Nuclear Medicine (EANM) ' 15,
10.10-14, Hamburg, Germany, 2015.

Incidental findings ( )

60 , 10.17, 2015

Blue-Native PAGE (BN-PAGE)

POLG
57
, 5.29, 2015
MELAS WPW
57
, 5.29, 2015
38
88
, , 12.2.2015

Fukuda H, Min K-D, Imazu M, Shindo K, Ito S,
Tomonaga T, Minamino N, Asanuma H, Asakura M,
Kitakaze M.

LVEF

19 , , 10.25, 2015

. 56
, 5.19-22, 2015



GDF15
, 15
, , 11.19-20, 2015
15
, 11.19-20, 2015
56
, 5.20-23, 2015

PET

68
6.11-12, 2015

Cu-ATSM PET

19.15-17 2015

15
, 11.19-20, 2015

. Leber
119(5): 339-346, 2015

, 11.21, 2015

ATSM-PET
13
, 10.10, 2015

15

53
11.7, 2015

D
1102014/080640A1

2)
GDF15 PCT/JP2015/50833
21 1 14



2016 313-316
2015 722-725
2015 230-231
MELAS (mitoch 2015 190-194
ondrial myopath
y, encephalopat .33
hy, lactic acidos
is and stroke-lik
e episodes)
MERRF (myoclo 2015 195-197
nic epilepsy ass
ociated with rag .33
ged-red fibers)
2015 198-201
, K
earns-Sayre .33
Pearson 2015 202-204
.33
2015 214-216

.33




Alpers

No.33
2 )

2015

217-221

Leigh

No.33
2 )

2015

222-228

No.33
2 )

2015

229-232

Heart View

20(2)

42-47

2015

DNAA3243G
MELAS

83(6)

520-524

2016

Kim Y, Koide R,
Isozaki E, Goto Y

Magnetic resonance imaging
findings in Leigh syndrome
with a novel compound
heterozygous SURF1 gene
mutation.

Neurol Clin
Neurosci

34-35

2016

Suzuki T, Yamaguchi
H, Kikusato M,

20 , Kure S,
Yanagisawa T,
Tomioka Y, Toyomizu
M, Ito S, Osaka H,
Hayashi K, Abe T.

Mitochonic acid 5 (MA-5), a
derivative of the plant
hormone indole-3-acetic
acid, improves survival of
fibroblasts from patients
with mitochondrial diseases.

Tohoku J Exp
Med.

236(3)

225-232

2015

Imai A, Fujita S,
Kishita Y, Kohda M,
Tokuzawa Y, Hirata
T, Mizuno Y,
Harashima H, Nakaya
A, Sakata Y, Takeda
A, Mori M, Murayamal
K, Ohtake A,
Okazaki Y

Rapidly progressive
infantile cardiomyopathy
with mitochondrial
respiratory chain complex V
deficiency due to loss of
ATPase 6 and 8 protein.

Int J Cardiol.

207

203-206

2016




Yatsuga S, Fujita (Growth differentiation Ann Neurol 78 814-823 | 2015
Y, Ishii A, factor 15 as a useful
Fukumoto Y, Arahatabiomarker for mitochondrial
H, Kakuma T, Kojimaldisorders.
T, Ito M, Tanaka M,
Saiki R, Koga Y.
Formosa LE, Mimaki|Characterization of Hum Mol Genet.| 24(10) | 2952- 2015
M, Frazier AE, mitochondrial FOXRED1 in the 2965
McKenzie M, Stait |assembly of respiratory
TL, Thorburn DR, |chain complex I.
Stroud DA, Ryan MT
Kamogashira T, Reactive Oxygen Species, BioMed 617207 1-7 2015
Fujimoto C, Apoptosis, and Mitochondrial research
Yamasoba T Dysfunction in Hearing Loss.| international
Sakamoto T, Current Concepts of the J Clin Exp 5 1-2 2015
Yamasoba T Mechanisms in Age-Related Pathol
Hearing Loss.
Yamasoba T Interventions to Prevent Springer VI 335-349 | 2015
Age-Related Hearing Loss. | International
Publishing
M. lkawa, H. Increased oxidative stress Neurology 84 2033- 2015
Okazawa, T. is related to disease 2039
Tsujikawa, A. severity in the ALS motor
Matsunaga, O. cortex: A PET study.
Yamamura, T. Mori,
T. Hamano, Y.
Kiyono, Y.
Nakamoto, M.
Yoneda.
Leber 119 | 339-346 | 2015
Haginoya K, Kaneta|FDG-PET study of patients |Journal of thel 362 | 309-313 | 2016

T, Togashi N,
Hino-Fukuyo N,
Kobayashi T,
Uematsu M, Kitamura
T, Inui T, Okubo Y,
Takezawa Y, Anzai
M, Endo W, Miyake N,
Saitsu H, Matsumoto
N, Kure S

with Leigh syndrome

Neurological
Sciences




